Pili torti and sensorineural hearing loss. A follow-up of Bjørnstad's original patients and a review of the literature.
In 1965, Bjørnstad described 8 patients with pili torti, of whom five also suffered from hearing loss. The combination of these two findings was later coined Bjørnstad's syndrome. Typically, these patients develop hair loss in the first two years of life, while the hearing deficit may become evident in the first three to four years of life. However, considerable differences regarding age of onset and clinical severity have been reported, a pronounced hair shaft abnormality is often associated with severe hearing deficits. In a recent study of a Mexican family with pili torti and deafness, the inheritance was determined to be autosomal recessive, and mapped to the gene locus 2q34-q36. Hypogonadism and mental retardation are associated findings that have been described in patients with Bjørnstad syndrome. In this re-investigation of Bjørnstad's original patients, two additional patients with pili torti and hearing loss are described, and a review of the published cases of Bjørnstad's syndrome is given, as well as a short overview of syndromes and conditions with twisted hairs.